We have studied the correlation between the ethnic structure and the prevalence of single gene defects in Chile. At present the Chilean population is approximately 64% white and 35% Amerindian with traces of other admixture. Fewer than 4% of the Chilean population are foreign born. Investigations indicate that all severe diseases and many others without impaired reproduction have mutation rates within the range ofthe white population. Classical ethnic diseases are very rare. Autosomal recessive disorders have a wide range of variability: cystic fibrosis has a low incidence and PKU has a similar incidence to English rates. Only 30% of the inborn errors of metabolism have been described in Chilean medical publications. In addition, no Chilean haemoglobin or haptoglobin variants have been described.
The population frequency of single gene defects depends mainly on their mode of inheritance, mutation rate, and reproductive fitness. Other factors are defined by population features such as migration, inbreeding, assortative mating, and population size.
The population gene frequency of dominant and X linked disorders depends on impaired reproduction. With impaired reproduction, the incidence and prevalence are mainly determined by the mutation rate. The sources of selection against these mutations are disease specific and are presumably similar in all populations. Without impaired reproduction, the incidence may be unequal in different populations depending on factors such as population size, demographic history, breeding structure, and ethnic origin. However, in autosomic recessive disorders, the various influences that have shaped the current frequencies are largely unknown, as is their incidence. Epidemiological surveys show that these diseases have a variable incidence in the ethnic population.'
The ethnic sources of Chilean populations are basically an admixture between Amerindian and European peoples. Five centuries ago the Spanish conquest and the infectious diseases they introduced decimated the Amerindian population. Consequently, the Spanish population increased and the percentage of European admixture, which was initially small, increased. The Chilean population is grossly two-thirds white and one-third Amerindian admixture. During the last century immigrants never exceeded 4% of the population.2 Black and Asiatic admixture is extremely low. Therefore, these differences must be seen in the diseases associated with ethnic groups rates.
The most common polymorphic genes have been surveyed in the Chilean population and different genetic diseases have been described, but their epidemiological characteristics are largely unknown in relationship to their population structure.
The purpose of this paper is to report the rates of single gene disease in Chile and to compare them with international data to review the influence of ethnic factors on the prevalence of single gene defects in Chile. Results Table 1 shows that the percentage of European admixture is low in Amerindian isolates (mean 10 6%) and high in the general Chilean population (mean 73-5%). In addition, this admixture showed a wide range of variation with socioeconomic levels in urban centres (table 2) ."
Materials and methods
The circle in the figure is a summary of the prevalence of current single gene defects diagnosed in Chile. This figure is based on data from tables 3A, B, C, and included our review and estimations for Chile compared with international prevalences. 45 Some classical ethnic disease rates found in international publications are compared with published cases diagnosed in Chile in table 4.51 Table 5 includes some rare inherited diseases discovered in Chilean isolates. They are achromatopsia," chondrocalcinosis,' and Creutz- 
